Source/Description: The cDNA sequence of the human Mannose 6-Phosphate/Insulin-like Growth Factor 2 Receptor was described by Oshima et al., (1988) (1). The 3'-untranslated region contains dinucleotide repeat sequences (1).
Primer Sequences: GCCGGCTGGTGAATTCAAA (GT strand); GTATCATGAGAACCTGAAGAG (CA strand). The observed heterozygosity was 27/81 (33%) for unrelated Caucasians. In a subset of 61 individuals typed for both this CA polymorphism and the TaqI RFLP described previously (1), the observed heterozygosities were 22/61 (36%) and 25/61 (41%) respectively. The observed combined heterozygosity was 39/61 (64%). This reflects apparent linkage equilibrium for these two variants, as the expected combined heterozygosity, assuming completely random association, is 62%.
Frequency
Mendelian Inheritance: Proper inheritance patterns were observed in informative CEPH families 1341 and 1375. The TaqI RFLP is co-informative in these families and linkage was demonstrated with a maximum LOD score of 4.82 at 0=0.
Chromosomal Location: 17ql2-q24 is the provisional localization of D17S113 (1). The TaqI RFLP at this locus is linked to D17S74 with a maximum LOD score of 13.15 at 0=0.06 (unpublished CEPH data), indicating that this marker may be useful for genetic analysis of an early onset breast cancer locus which has been linked to D17S74 (3).
PCR Conditions: Amplifications in 10 /tl volumes were initiated with 25 ng of genomic DNA in reactions containing 0.5 /xM each primer, 1 unit of Taq polymerase, 10 mM Tris pH 8.3, 50 mM KC1, 1.5 mM MgCl 2 , 200 /xM dNTPs except 5 /iM dCTP plus 2.5 /tCi alpha^P-dCTP at 3000 Ci/mmole. The thermal profile was 3 minutes at 94°C, followed by 15 cycles of 90 seconds at 94°C, 120 seconds at 55°C, 120 seconds at 72°C; then 15 more similar cycles with extension of the 72 °C portion by 3 seconds per cycle.
